Eye including multiple skin biopsies no underlying cause had been found.
He underwent a colonoscopy for non-specific abdominal symptoms. No abnormalities were found and he was thought to have irritable bowel syndrome. He had diet-controlled Type II Diabetes mellitus. He had also been investigated for generalised morning stiffness and musculoskeletal aches, the only abnormalities discovered were degenerative changes in the lumbar spine (L3 downwards).
On ocular examination his visual acuities were 6/6 in either eye with normal pupillary reactions. The anterior segments and intraocular pressures were normal. Angioid streaks were present and the fundi had a mottled appearance (peau d'orange) most apparent temporal to the macula. There were multiple, variable sized, well-circumscribed, oval, grey lesions at the level of the retinal pigment epithelium in a 'beartrack' pattern in the superonasal quadrant of the left fundus. (Figure 1b , bottom row).
The patient was referred to a geneticist with a special interest in PXE families. There were no cutaneous changes of PXE; the neck, axillae, flexures and buccal mucosa were free of elastotic deposits. The radial pulses were weak; this can be a feature of PXE. He had a positive Beighton score of 4/9 with joint laxity of the hands and knees. His mother and son were also examined at the same visit. His mother had some degree of joint laxity with valgus positioning of her knees and loose-jointedness. Her vision was 6/4 bilaterally, without any angioid streaks. His son had stiff joints except his knees, extensible skin over the neck and face and a normal ocular examination.
It was felt that our case was a PXE heterozygote and that angioid streaks were part of this clinical phenotype. In the absence of cutaneous changes homozygosity for the PXE gene is unlikely, although it cannot be totally excluded. DNA has been extracted and banked to test for the PXE gene in the future. A formal skin biopsy from the side of the neck showed minimal elastotic degeneration and elastic fibres were not Von Kossa positive. There were no particular features suggestive of PXE. The recent normal colonoscopy rules out Familial Adenomatous Polyposis (FAP).
Comment
Congenital hypertrophy of the retinal pigment epithelium (CHRPE) is a well-known association of Familial Adenomatous Polyposis (FAP). On reviewing literature there is one case report of a middle-aged Caucasian male with angioid streaks but no CHRPE who had extensive FAP. 4 The relationship between CHRPE and angioid streaks is probably coincidental and has not been reported before. The previously reported case had extensive FAP necessitating a total colectomy, though his fundi did not show any features of CHRPE. Both these patients were Caucasian males, of similar age and with radiological evidence of degenerative changes in their lumbar vertebrae. The striking similarity between these cases and the fact that CHRPE and FAP often are part of the same syndrome suggests that their relationship with angioid streaks could be part of the same syndrome. In the present case the cutaneous manifestations of PXE were minimal, while in the previously reported case FAP was not associated with CHRPE, possibly indicating an incomplete expression.
